<2p15p16.1 B R JSAEMERE > (52)
O
1. B
Yefa K 2pl1bpl6.1 FEHIRO KRIICIY, LU TEEBBIOEEIZB A5 E
AU, FIROREIRE, 1TEIEE, BHEOREMK, /NHIERE % EEETHIE @%Eiﬁ@
%o BIEFETIZ 50 B985 DIEFIER L D385,

2. JRUA

YuttfR 2p15p16.1 FEIRD, 0.1~9.6-Mb FEEEIZ K SZ AR/ A XD R I IVE
EINDHEZZHILTND, T THDEDBE T D FH%E R KL THDIERNIL, 60.5~
62-Mb ORIZRKEHLTEY, YLl E D BCLIIA, REL, USP34, XPO1
DFRE R LU THEE SILTOADS, BREZIE BSSIE OB P I I AR CTH S, IT4F,
BCLI11A, REL, XPO1 BEIZOW T, BMERICIVNT e REIL- T, KE
TR BN FHENDI ENEIESINL TN D,

3. JEMR
RFEWIDEGEEL L, MR EE, MRS, REOEN, EERE, K
EXOR, /NIEIE, B AR RR(EARIO R, NIRAER, IRAREE IRk TE, IR
W”ﬂ? FEWAH, @0 ®H), %Eﬂ%@i%ﬁiﬁ&%iﬁ%hﬂ% if_
ZOIRTE LR Arnold Chiari T &7, HIAR IR ORE S B 30%ATE 12380
%m&&%&%éMﬂ\éo

4. 1GHRIE
RARHIZ2RFRETR D, EE B IO EFEICBI SR EOENZ 235720, JEH]
(ISCTARBN DT T NI EE T D,

5. T
R TFHIRR THLEVIHREITAR,

OZFEDH| BN TR H IR

1. BEHK

ZAVETIT 50 B8 DIEBIHRE 23D, K TOREEII AR THD,

2. FEIHOMHE

BCL11A, REL, USP34, XPOI Y&{51 D/ N7 O R4 ﬁ@.kt@ﬁﬁﬁéﬂfﬁé
23, BRI BFRIE O T I AR THD, VDT NHHREEICB W TREE T 5185
FTHY, FAXAIE R TORIDHERIILTCND, T4, BCLIIA, REL, XPOI i&fx
FITHOWTIE, BERICIONT BRIl T, HERELH BN HEHIND
ZEMEIESIL TS,

3. ZhRMIIBE T 1L

HRbESL (RARPIRIBHEIEIZ )

4. BEHORSE

W (AEJEITDOTEVIER DR T5)



5. 2WrikvE
HY (WFFEBEERR L= 2 I 55D D)

6. HEIEEIHAE

PLTFD1) ~3) DWTINNZE SR THE /G ET D,

1) HHAMETADADEA,

2) modified Rankin Scale (mRS) , &5« 53 |’ DOZNE N DO FHIEA — /L&
T, WTNDN3LL EOSA,

3) FERVELRBEDHY . NYHA 538 C 1 EELL BIZE S T 256,

O fH#fettc

[~ A7aT LV AGERIRA THONIT2 DG AR & 52 FE B 27~/ )
SR DRZWr - SRR O S FFEEE

WHERER R FERRT Zik IIARE

< W ELTE >
Definite ZXt4 L4 5,
2p15p16.1 FHGHE K SSE R D F2 W JL e

A, JER

[ KAEIR]

L. IQ 25X DQT0 K DAHHIRE I FEELRWLIEI B IO SRR D5
DN FFREDENIRE)

I1. /INBRE

M. FEEREES (RREO R, NIRAEE, IRAMREEE Rig T, IRRZEAR
T, BOAF, &m<HRVAEH)

V.  FHROBRET

KIMZEEE,

[/INMEIR] (B DFLD D5ER)

L. ITHE) L E

I1. ERkEE

M.  MHEEET

V. AR R ORI g

V. R EIE

B. BAFT A
FEIER IO DB F IR 2 Ehi L. BCL11IA, REL, USP34, XPOI i&{x1
DMLIE T 5 2p15p16.1 FEIR D K KA FER T HZ LKV ESND,

C. ERZ W
PUF O BAEER] 5,
1t oD Yo o AR BRI AR 6 B | LD AE (T



D. B FHIMmA
1. Yeta R 2p15p16.1 FEIR D K 2k

<@ZWrDATAY—>

Definite: ADHYHRIEIRD 1 2588, Yeta iR 2p15p16.1 FHIRD KK ZFRDT=H D,
< EEESE4YHE >
1) ~3) DT Y T E AR BT D,

1) BB METADADOEE  ERPiCTAN A2~ O HAH DT LA
JFH T, O+ &E T, 2L EIREL TH . BIESTFELL Bl g B w4
TS E2 R EE (A AR P RICHDER)

2) modified Rankin Scale (mRS) ., &5+ 558 | FE DOZNZE ORI A7 — V% H
W, W N3LL EE xS ET 5,

3) SERMLERNHY, NYHA 7538 T I ELL BIZ Y 3554,

@ %% ik @

1. Bagheri H, et al. (2016) Identifying candidate genes for 2p15p16.1 microdeletion
syndrome using clinical, genomic, and functional analysis. JCI Insight; 1(3):e85461.

2. Leévy J, et al. (2017) Molecular and clinical delineation of 2p15p16.1 microdeletion
syndrome. Am ] Med Genet A; 173(8):2081-7.

3. Shimojima K, et al. (2015) Characteristics of 2p15-p16.1 microdeletion syndrome:
Review and description of two additional patients. Congenit Anom (Kyoto);
55(3):125-32.

4. Liang JS, et al. (2009) A newly recognised microdeletion syndrome of 2p15-16.1

manifesting moderate developmental delay, autistic behaviour, short stature,
microcephaly, and dysmorphic features: a new patient with 3.2 Mb deletion. ] Med
Genet; 46(9):645-647.



